Hacneocmeernnwvie 00

yenoeexka — 1 EHHbD
BbOJIESHH




Hacneocmeennoie
0one3HU - 3a400/1e6aAHUA
yenoeeKd,
0o0ycnoeennble
XPOMOCOMHBIMU U

CCHHBIMU MYMAUUAMU.
Hx 6o1ee 6000

Hepeako omm004YHO TEPpMHHBI  «HACJEACTBEHHAS
00J1€3Hb» U «BPOKIACHHASA 00J1€3Hb» YIOTPEOIAIOTCH Kak
CHHOHUMBbI, OJHAKO  BPOXKICHHBIMH  00JIe3HSIMHU
HA3BIBAIOT Te 3200/1€BaHMA, KOTOPble MMEIOTCH YiKe NP
POXIeHUM pPedeHKa U MOryT ObITh O0YCJIOBJIEHBI KaK
HACJIEACTBEHHbIMHU, TAK M 3K30I¢eHHbIMH (aKTopamMu
nepuoaa 0epeMeHHOCTH.



Ipu é03nuknoeenuu mymayuu 8 Kjiemke Ha PAHHUX CHAOUAX
OHmo2ene3a, u3 Heé 0yoym pazeueamucsa mKaHU, 6ce Kiemku
Komopuvix 0yoym necmu 6 ceve ymy mymayuro. Yem panvuie
803HUKAEM COMAMuUUecKas Mymauus, mem ooavuie
OKaA3bl8AemCa YHaACmMOK meia, HeCyuuii MymaHmHslil RPU3HaK.

Y yenosexa comamuueckue
Mymauuu 4acmo npueooim K
603HUKHOBCHUIO 3/10KAYECMEEHHbIX
onyxoJieu.

Pak monounou xnceneszot —
pe3yibmam ComamuuecKux
Mymauui




Monozennwvie - mymauuu 6 00HOM 2eHe

LOowan wacmoma zenHbix
Done3neil 6 nonyaayuu
cocmagnsem 1-2%

UOoycnosnenvt mymayuamu uiu
OMCYmMCmeuem omoeabHblX
2C€HO6 U HAC1e0YIOMCA 8 NOTIHOM
COOmMEEemcmeuu ¢ 3aKOHaAmMu
Menoena

O Knunuueckue nposeieHusn
B03HUKAIOM 8 Pe3)libmame
OMCYmMCmMEUs OnpeoeieHHOl
2eHemuyueckou uHgpopmayuu,
JAU00 peanuzauuu oehekmmoil.




HACAEACTBEHHAA
ITATOAOI'IA

I'EHHBIE BOJIE3HU






I'eHHbIe 00J1€3HU;
XPpOMOCOMHBbIE 00JI€3HH;

boJie3HH ¢ HACIeACTBEHHOM
PeAPACHOJI0KEHHOCTHIO
(MyJbTH(hAKTOPHAIBHBbIC 00JIC3HHU);

I'pynna reHeTuyecKux 00J1e3Heil, BOSHUKAIIIUX
B pe3yJibTare MyTalluil B COMATHYECKHUX KJIETKAX
(reHeTHYECKHE COMAaTHYECKHE 00JIE3HM);

boJie3Hu reHeTn4ecKom HECOBMECTUMOCTH
MaTepH U IJI0JA.



OCOBEHHOCTHU KJIUMHUYECKHX
MNPOSABJIEHUU HACJIEJACTBEHHOU
MMATOJIOT' 1A

0 Panusss MaHudgecTammus;

0 XpoHHUYECKOEe NMPOrpPeaAUCeHTHOE TeUCHHUE,

0 OTHOCUTEJbHAS PE3UCTEHTHOCTh K TePAIlUH;
0 MHOXECTBEHHOCTDH MOPAKCHUS;

0 CemeiiHbId XapakTep 3a00/1¢eBaHUS;

0 KiMHHYeCKHH MOJIUMOP(U3M.
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0 I'eHubie 00JI€3HH - 3TO0 PpasHAPOM
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KJIANHUYECKUM 1P 051 BJLGHMISI rpynmna
3200J1eBaAaHUM, 00YCJIOBJIEHHbIY [TISIM Y HA

reHHOM YPOBHE. -

0 YUuciao wu3BE Toslllee BpeMs
MOHOTCHHLIX HE TBEHHBLIX 3200JIeBaHMid

geT OKOJAATE000 HO30/I0rHYECKHUX
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Mpumepbl pacnpoCcTPaHEHHbIX FreHHbIX 600ne3Hen

0 Heiipopudbpomaros [ boae3nn I'eHTHHITOHA
0 Cunapom Mapdana 0 Ioankucro3 noyex
0 Bouesnn Qabpaiita 0 MykoBucumnos
[ l'emorsio0OnHOMATHSI
0 JIM30CTO3BI
[ dennakeTonypus
0 Otockiepos
[l Mukpouedaaus
0 Ilapoxcu3mabHas 0 UxTHo3 (He CLelJIeHHbIH ¢
MUOILJIETHSI nosiom)
Tamaccemus [] IIporepusi
CeMeniHast
rumnexojecTepuHeMHus

0 HecoBepuieHHBIH OcTeOTeHe3



X — cIeIJIEHHBIE 3200/ 1eBaHUA

0 MblieuHass gauctpodus tuma JlrolieHHa,
remopumun A wm B, cumHapoma Jlema —
Haiixana, Oone3nu I'yHTepa, 0one3nu ®adopu
(pElLIeCCUBHOE HACEIOBAaHUE, CIEIJICHHOE C X
XPOMOCOMOM )

0 dochar-guader (TOMHHAHTHOE
HacJIeJOBaHUE, CIEIIICHHOE ¢ X XPOMOCOMOM )



ITO OHA U3 HACJEACTBEHHBIX (DOPM BPOKICHHON IeHEPAJTU30BAHHOU
MATOJIOTHM COCIUHUTEIbHOM TKAHU, BliepBbIe onucana B 1886 r.
ITHOJOTUYECKUM (pakTopoM cuHapoMa Map@aHa ABJIASETCHA MyTAllUS B
rese pudpusIMHA (Jiokaauzanusa B 15 xpomocome).

HoBopoXaeHHbIN C
cuHgpomom MapdhaHa:
apaxHopakTenus
KUCTEN N CTOM.
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AeBouka ¢ BpO)KAEHHBLMH
NpH3HaKaMHu cuHapoma Mapdana:
ACTeHHYEeCKOE TeAOCAO)KEHHE NTHYbE
KHII0, KOHEYHOCTH YVAAHHEHB],
apaxHOAAKTeAnHsa AedpopMHpPOBaAHHASA
I'pyAHas KieTka, HCKpHBAGHHE
IIO3BOHOYHHKA.

w -




CuepoM Mapq)aHa

CunapoM Map@daHa = HaCJIEACTBEHHOE
3a001¢BaHE COCAUHUTECILHON TKAHM,
IPOSBIISIONICECS U3MEHCHUSIMHU
CKEJIETas BBICOKUM POCTOM C
OTHOCHUTEJIbHO KOPOTKUM TYJIOBHIIIEM,
JUIMHHBIMU T1ayKOOOpa3HBIMHU
najabliaMi, Pa300JITAHHOCTBIO
CYCTaBOBy YaCTO CKOJHO30My KH(DO30M,
nedopManusIMu TPyIHOM KIICTKH,
apKOOOpPa3HBEIM HEOOM.




ApaxHOAAKTIWINSA

BrIcokui BEIOPOC
aJIpCHAJINHA , XapaKTEPHBIN
JUISA 3a00JI€BaHU,
CIIOCOOCTBYET HE TOJBKO
Pa3BUTHIO CEPICYHO-
COCYIMCTBIX OCJIOKHEHHUM,
HO U IIOSIBJICHUIO Y
HEKOTOPBIX JHUIL 0CO00H
CUJIbI JyXa U YMCTBEHHOM
ogapeHHOCTH. CIIOCOOBI
JICYCHHUS] HEU3BECTHHL.
CuuTaror, 4To €10 00JIeIun
[larannamn, AHZIEPCEH,
YyKoBCKUM.



Cuananom Mapbana

HacnencrBeHHoe 3a001€BaHuE
COCIUHUTEIIbHOU TKAHU , IPOABIIAIOIIEECS
M3MEHEHUSIMM CKEJIETa: BBICOKUM POCTOM C
OTHOCUTEJILHO KOPOTKUM TYJIOBHIIIEM |,
JTJIMHHBIMH [MayKOOOpa3HbIMU MajblaMu (
apaxHOJAKTUJINSA ), pa300ITaHHHOCTbBIO
CyCTaBOB , YaCTO CKOJIHO30M , KH(PO30M ,
aeopmMausaMu rpyaHON KIICTKH ,
apKkooOpa3HbIM HEOOM . XapaKTEepHbI TaKkKe
MOPaXEHUA 171a3 . B CBA3M ¢ aHOMaIHUAMU
CEPAECUYHO-COCYAUCTON CUCTEMBI CPEIHSA
POJIOJLKUATEIIBHOCTD JKU3HU COKpPAIICHA.




Cl H,EI,POI\/I MAPDOAHA

CuMnToM «3ansgacTbs»

«CaHIlaJIeBI/I[lHaH H1eJ1b»






0 BbICOKHM BEIOPOC
aJlpeHAJINHA 5 XaPAKTEPHbIN
11 3a00JICBaHMS
CIIOCOOCTBYET HE TOJIBKO KiBByBHan Ry
Pa3BUTHIO a
CEePAEYHOCOCYAUCTBIX
OCJIO)KHECHH M, HO U
MOSIBJICHUIO Y HEKOTOPBIX JIUII
0CO00M CHJIBI ayXa U
YMCTBEHHOU OJIAPEHHOCTH.
CnocoOkl JeueHUs
HEU3BECTHBI




 Bnepsble onncaH B 1896 .

BbICOKNU POCT, apaxXHOOaKTUINA,
NoABbIBUX XPYyCTalrinka, nopok
MUTpPAaribHOro KriaraHa,
NJ1I0CKOCTONnne, rurnoniia3nd MbiLULL.

- 0,04 :
1000.




Buvicokuu eviopoc aopenanuna ,
XapaKmepHwlil 07151 3a00,1€6AHUA,
cnocoocmeyem He moJ1bKo
pazeumuio cepoeuHo-coCyoOUCHbIX

AanHO,D,aKTI/IJ'II/IFI — yalimHeHUe CyCTaBOB

OC10CHEHUIL, HO U NOABIEHUIO Y
HEKOMOopbIX JIUY 0CO00U «CUJIbl
0yxa» u yMCmeEEeHHOU
ooapennocmu. Cnocoonl 1euenus
neuzgecmusvl. Cuumarom, 4mo €m0
oonenu Ilazanunu, Anoepcen,
Hykoeckuu
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 CunHApom BbI3BaH HacnNeaCcTBEHHbLIM MOPOKOM Pa3BUTUS
coeanHnTenbHoOW TKaHW. bonbHbIE YacTo ymMuparoT OT
aHeBpu3ma aopTbl. EQMHCTBEHHAA KOMNEHcaLUs —
NOBLILLEHHOE coaepXaHne agpeHarnmHa B KpoBu, NO3TOMY.
BOnbHbIE BCIO XXN3Hb HAaxXoOATcHa B BO30yKAEHHOM
COCTOSIHUM N CTAHOBATCA HEBEPOATHLIMU TPYAOroNMKaMu.

 Cwunaopomom MapdaHa cTpaganu BCEMUPHO N3BECTHbIE
NNYHOCTM: — npe3ngeHt CLUA (pocTt
193 cm), — BEJIMKNKW nucarerib,

[laraHWUHW —BENUKUI
ckpunad (bonesHb NnpuaaBana emy
OonbLune TeEXHNYeckne
BO3MO>XHOCTMW).

B XX Beke XXunm He meHee
TanaHTNMBbIE «HOoca4Yn». ATO

— Npe3naeHT
dpaHunn n —
COBETCKUIN OETCKUN NnucaTenb




DXHaToH, MaraHuHum

3BecTHble ntoan ¢ cMHaApoMoM MapdaHa

IXHATOH H. lNaraHnHu

HacnepcrBeHHble 60ne3HU



PEHUNIKETOHYPUA
(PEHUNTNMNPOBUHOIPAOHAA OJIUTODPPEHUA)
DeHuiakeToHypus (PKY) — 310 0Ha U3 caMbIX
4acThIX (JOPM HACJIEACTBEHHBIX JAe(PeKTOB 00MeHa
AMMHOKHMCJIOT.

YacToTra B €BPONEUCKUX CTPAHAX COCTABJIACT

HOBOpPO:XAeHHbIX. B Typuuun yacrora
COCTaBJISIET , B Upnanaum — , B llIBenun
- , B SlmoHum —

B ocHoBe @KY Jqexurt gepuuur peHraaIanuH — 4 —
TUAPOKCHIIA3HI, PEePMEHTA, KOHTPOJIUPYIOLIEro
npespaiieHue GpeHnJIAJTAaHUHA B THPO3HUH.

AYTOCOMHO — pelieCUBHBIN I'eH, KOAUPYOIHAH
NaHHbIA pepMEeHT, KAPTUPOBAH HAa 12 — il XpoMocoMme.



Knaccuyeckas cpopma
dheHUNKeTOHYpUMN,
pebeHOK B Bo3pacTe 1 roa
7 mecC.

'pyOasn 3agepxkKa
NMCUXOMOTOPHOrO
pa3BuTud, cygoporu (oo
100 pa3 B CYTKMW).
AHOManuu pasBuTus,
NoBbILLIEHHas
BO30yANMOCTD,
0ecrnoKoncTBo U
OoTCTaBaHue
ncuxodpun3nyeckom
pa3BUTUMN.






OCTEOI'€HE3
HACJIEIYETCS
ayTOCOMHO=

PELIECCUBHON
THILY




HecoBepliieHHbIM OCTEOr€HES
(eHOTUIHNYECKU
MIPOSABJISIETCA IOBBIIEHHOU
JJOMKOCTBIO KOCTEH,
BCJICJICTBHMEC HAPYILICHUS
OCTEOreHE3a, NU3MEHECHUSAMU
B CyCTaBaX, INIYXOTOMH,
rOJyObIMHU CKJIEpaMM,
AHOMAJIUSIMU 3yOOB
KJIMHULIMCTBI pa3inyaroT
Heckoabko THIoB (1=-1V)

octeoreaesa (Ol-13 Ol-11;
Ol-111; Ol-1V).






e AXOHOpoOnMna3susa —
BPOXOEHHOE nopaxeHune
CKernerta — BPOXaeHHas
bonesHs,
XapakTepmaytoLiasacs
HapyLleHNEM pPa3BUTUS
XPSALLEBOU TKAHWU;
NPOoSABMSIETCH
KaprIMKOBOCTbIO, KOPOTKUMM
KOHEYHOCTAMM NpU 0ObIYHON
ONvHe TynoBuLLa,
AedopMaLMEN HMKHUX
KOHEYHOCTEN U

MO3BOHOYHUKA A
OTUNCIATAM L LINIA




* YenoBek, 3aKOHUMBIIMX CBOM pocT,y Jocturaet 30 -

41 cMm.



HpI/I‘II/IHBI MYyTalli1 B HACTOAIICC BPCMs HC M3BCCTHDbI.










CHUHJIPOM XOJIT — OPAMA
(CUHIPOM PYKA — CEPIIIE)

Cungpom Xoart — Opama npeacrabjsieT 000 MOHOT€HHbIU
CHMHAPOM MHOKE€CTBEHHBIX BPOKI€HHBIX IOPOKOB PAa3BUTHS.

Cunapom Xout — Opama: runoria3us nNepBbix NajabIleB.



Mykosucyudo3s

0 MykoBUCIIM103 =
HACJIEICTBEHHOEC
3200JIEBaHUE JKEJIE3
BHYTPEHHEU CEKPEIH, a
TAKXE€ MOKEITYIOYHOU
’KEJIC3bl U IICUCHMU,
XapaKTEPU3YIOIIEECCSy B
IIEPBYIO OUEPE/Iby

o Cystic 15brosis 1s 2
nopaxenueMm KKT u S CynicTeoh is &
No r 3 characterized by lurg
OPraHOB AbIXAaHH . ¥ 07 P8 B | congestion and infection
v and malabsorplion of

AULnents by the pancreéas

FADAM,




MYKOBUCIINI03 (KUHCTO®UBPO3
MO KEJYI0OYHOMU KEJIE3bI)

3a0osieBaHKMe 00YCJIOBJICHO IeHEPAJTU30BAHHBIM MOPaKeHUEM
IK30KPHHHBIX KeJIe3.

Yacrora MyKoOBHCII€103A CPeI HOBOPOXKIACHHBIX B €BPOIECHCKOU
nonyasuuu cocrasiser 1:2500. B To ke BpeMst MyKOBHCIIMI03
PeIKO BCTPEYAETCH B BOCTOUHbBIX MOMYJISIMUAX U Y
appuxkanckoro yepuoro Hacesjenus (1:100 000).

I'eH MyKOBHCIIM/1032 JIOKAJIU30BAH Ha 7 — U XpomMocoMme. B Hem
oOHapy:xeHo 0xk0J10 1000 myraumii, npumepro 300 u3 KOTOpPHIX
BbI3bIBAIOT KJIMHUYECKUE NMPOSIBJICHUS.

JTOT I'eH JeTEePMUHHUPYET CUHTE3 0eJIKa, HA3bIBAEMOI'0
MYKOBHMCIMA03HbIM TPAHCMEMOPAHHBIM PEryaisiTopoM
MPOBOAMMOCTH.



* MyKOBHUCIIHIO3 =
HACJICICTBEHHOE
3a00J1€BaHUC JKEIIC3
BHYTPEHHEU CEKPEIH, a
TAKX€ MOKEITYIOYHOU
’KEJIE3bl U IICYCHHU,
XapaKTEPHU3YIOILECECs,y B
IIEPBYIO OYEPE/Ib,
nopaxenueMm KKT u
OPraHOB JbIXAHMS







0 MykKOBUCIIMIO03 = 3TO
CUCTEMHOE
HACJIEACTBEHHOE
3a00JICBAHUE 5y OOBIYHO
IIPOSIBJISIIOIICECS B
nercrBe, X0t B 4%
CIIyJaeB JUArHO3
CTaBAT B 3PEIOM
BO3PACTCa
MykKoBuUCIIN 03
HacCJIeayeTCs
ayTOCOMHO~=
PELIECCUBHO




0 PacnpocTpaHeHHOCTH
3a00JIEBaHUS CUJIBHO
OTJIUYACTCS B pa3HBIX
STHUYECKUX Tpymmnax. Cpenu
oenoro HaceneHusa CeBepHOU
Amepuku u CeBepHOM
EBponbl MyKOBUCIIHI03
BcTpedaeTes y 1 uz 3000
KUBBIX HOBOPOXKJICHHBIXy B TO
BpeMs KaK y aMEPUKAHCKHUX
HerpoB =y 1 m3 17000, a y
IIOJIMHE3UMIIEBy HACCIISIOIINX
["aBaitn, = mumb y 1 u3

90000.

) ¥



I'omorucTunypusa — HapyIeHue META00AM3MA METUOHHWHA.

NMpn romoumnCcTUHYPUM, KaK U NPU APYrMX HACNeACTBEHHbIX
HapyLleHnaAX oomMeHa BewecTB, B NaTONIOrM4YeCKUN
npouecc BOBJieKaloTCA MHOrne opraHbl U CUCTEMbI.

B pe3ynbrate uccnegosaHum 0. . bapaweBbiM, OCHOBaHHbI€ Ha
NPUXNU3HEHHON Ononcumn, cBNAETEeNbLCTBYOT O TOM, YTO NpPWU
roOMOLUNCTUHYPUUN NPOUCXOAAT 3HAYNTESIbHbIE (PYHKLUNOHANbHbIE
n mopconornyeckKkme U3aMeHeHUsA eYeHMu.
CTPYKTYpPHbIe NU3MEHEHUSA NapeHXUMbI NeYeHMU.

[Mpu poxxaeHUU geTu Kak NpaBUoO He UMEKOT KaKUxX-nmodo
BHEWHNX aedeKkrtoB: B pe3ynbrate HacneaACTBEHHbIX HapyLUeHUU
MeTabonnuamMa MeTUOHMHA NOCTEeNeHHO HAa4YMHAaKOT BbIABIATLCA
U3MEeHeHU N: 3aepXKa NCMXOMOTOPHOro pa3BnUTUS, NOSIBIIEHUe
KOCTHbIX aHOMarium, UaMeHeHUA 3PEeHUA N BbIPAXXEHHYI0
YMCTBEHHYH OTCTarloCThb.



Upa O., 7 net. AnarHos:
roMOLUCTUHYpPUS






OnucaHa B 1974 roany JlIeoHOM y YeTBepbIX
AeTeun, poaAUBLLUUXCA Y MaTepu c
rmcTuguHeMmen, ypoBeHb Ux
WHTeNJeKTyanbHOro pa3Butusa obia.cpegHum,
OnunXXe K HNXKHEeU rpaHule HopMbl. XapakTtep
HacregoBaHUSA 3TOU OONe3HU ABNSeTCA
ayTOCOMHO-peLeCUBHbIN TUM C HEMOJTHOWU
MEeHEeHTPAHTHOCTbIO.



Baaum 3 roga poguncsa 6e3s
ocobeHHocTel. C BBegeHnem
NnpUKoOpMa nosiBunacb oowasn

MbILLEeYHas r’MNOTOHUS,
paccTpoucTBa rMoTaHus, royioBy
nepecran gepxartb, pa3yudusncs
nepeBopayYmBaTbCA, NOABUIIUCH
CYAOPOXHble COCTOSAHUS, «KUBKN»,
3agepxkKa pa3sutua. OTcyTcTBue
aKTUBHOCTU NMCTUCTUAA3LI B
poroBom cnoe Koxu. PebeHky
Ha3Ha4yeHa manobenkoBas gmeTa

CO CHUXXEeHUeM coaepKaHus

rMMCTUAMHA, B pe3ynbraTte
npousoLuna Hopmanusauums
YPOBHSI TMCTUAMHA B KPOBU U

MoOYe.



CHMHAPOM AOYPEHCA-MYHA-BAPAE-BHAAA

OTHOCUTCA K peaKMM 3adboneBaHUAM, O KOTOPOro
XapaKTepeH cBoeoOpa3HbI CUMTOMOKOMIIEKC —
coyeTaHue MUIrMEeHTHOro PeTUHUTA, OXKUpeHue,
YMCTBEHHOMN OTCTasIoCTU, NONIUAAKTUNNN U
rmnoreHuTannama. [1o cux nop NCTUHHbLIN reHe3 0one3Hn
OCTaeTCA HeSICHbIM. AYyTOCOMHO-peLeCUBHbIN TUM
HacnegoBaHusA, aHeynnonaua Tuna D-tpucomun n
CTPYKTYPHbIEe U3MEeHEeHUS XpOMOCOM rpynnbl A. HacToTa
3aboneBaHua cocTtaBnaeT 1:160000, YacToTa reHa B
olOwen nonynauun 1:400, a YacTtoTa retepo3urot 1:200.

KnuHuka: HapyuweHue 3peHus, oxxupeHue ot I-ll go llI-IV
CTerneHu, yMCTBEeHHast OTCTanoCTb OT JIerkou
AeOUNbHOCTU A0 NANOTUMN.
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[eTn c cuHapoMoOMm

NTOYPEHCA-MYHA-BAPAOE- nonuaaKTUNUS
BUOJIA




HacAaeAacTBeHHBIE 00AE€3HHN OOMEHA BEIIECTB
COEAMHUTEABHOU TKAHMU.

Moo TepMMHOM «MyKononucaxapmaosbi»
o0beauHseTca pag NaToriorM4YecKknx NpPoueccos, B
OCHOBeE KOTOpPbIX fieXXaT HacreacTBeHHble HapyLleHus
oOMeHa BelwlecTB coeauHuTeribHoOU-TKaHu. NMepBble
onncaHus 3TUX 3adborieBaHMN OTHOCATCA K 1917- 1919
r., Xapakrep OMoXMmMmn4ecKnx paccTpomcTB NPU HUX
cTan U3BecTeH ToJNIbLKO Yepe3 50 neT, korga dopdmaH,
JlopeHC n Meepc B 1958 roay ycTaHOBWUINU, YTO B MOYe
OOJIbHbLIX COAEPXKUTCA DOSbLUOE KONTMYEeCTBO KUCHbIX
MyKonosrimcaxapuaos.



3aboneBaHue xapakTepusyeTtcs
rpyobiMu nopaxxeHNnsiMm ONOPHO-
ABUratesibHOro annapara,
BbIpa>XeHHON YMCTBEHHOM
OTCTaNnoCTbI0, MOMYTHEHMNEM
poroBuLbl rrnas, nopokamm
cepAeYvYHO-cCOoCyaAUCTON CUCTEMDI,
renartocnneHomeranvemn,
NpPOrpeccUpyroWmnm Te4HeHuem.

CornacHo nccnegoBaHUAM
natomopdgonoros,
MyKononucaxapuabl
HaKannmBakTCA BO MHOIMX
opraHax 60onbHOro.

JleBouka ¢ cunapomom I'ypJaep, 8 jer



BHerrHui BUA 0OABHBIX C HEKOTOPBIMH THUIIAMU
MYKOIIOAACAXAPHUAO30B

a - cuHapom lN'ypnep
(6onbLian ronosa, rpybbie
yepTbl 1MLUA, LUMPOKan
3anaBLUas NepeHocunLa,
yBeJIMueHHOe pacCTosiHue
MeXAay rnasamm,
KOpOTKas wes,
yBeJINYEHHbIN XXUBOT, X -
obpa3Hoe nckpusneHume
HMXKHUX KOHEYHOCTEMN.




B KNMHMYeCKON KapTUHe Ha
nepBbIU NflaH BbICTynaeT
KOCTHble aedopmaumu n

TYyronoaBu>XHOCTb CyCTaBOB,
MeHee BblpaXXeHa
HeAOCTaTOYHOCTb

YMCTBEHHOIO pa3BUTUSA, TaKxe
\ 3amMeyvaeTca y 00MnbHbIX
rnyxoTa uinun BblpaeHHas
TYroyxocCrTb.

PebeHOK 6 neT ¢ abopTBHOMU
dopmoun cuHapoma lNyHrepa.




B KnuHM4yeckomn KapTuUHe 3aborneBaHnA Ha NepBbIU NJaH
BbICTYMNaeT pe3Ko BbipaXeHHast yMCTBeHHas OTCTanocCThb B
coYeTaHUU C YMEepPEeHHbIMN USMEHEHUSIMUN KOCTHON TKaHU
(TyronoaBMXHOCTb CyCTaBOB)renatocnrsieHoMmerariveym n nerku
NOMyTHEeHUeM poroBuubl. Tn HacneaoBaHUA ayTOCOMHO-
peuecUBHbLIN.

Y 00JIBHBIX 3TOM 00J1€3HBI0 KAPJIUKOBbIA POCT,
BbIPAKEHHASI TUCIIPONOPUMATBLHOCTD TeJia,
«00YK000pa3HashH> IPyAHAS KJIETKA, OTHOCUTEJIbHO
COXPAHECHHBIH MHTEJLJIEKT, OTCYTCTBUE
renaToCJIeHOMEHAJIUU U CePACYHO-COCYANCTHIX
paccrpoucTB. O0IUM C IPYrMMHU TUIAMH CUMIITOMOM
siBJIsieTcsa AU(QPy3HOEe MIOMYTHEHHE POTOBUIIBI.



6 — cmHapom Mopkuo
(kvneBnaHas aedpopmauuns
rpyaAHoOM KneTku, kucos
NOSICHUYHOIO oTAena
NO3BOHOYHMKA,
MHO)XeCTBEeHHbIe
aedopMauum CyCctaBoB,
crubarersnbHble
KOHTPaKTYPbl JIOKTEBbIX U
KOJIEHHbIX CYCTaB,
yBeJINYEHHbIN XXUBOT,
nyno4YyHas rpbixa)



N3MeHeHnst KOCTHOM TKaHU NpU
MyKononucaxapugosax



KnunHunyeckas KapTUHa 3aboneBaHuA CKnaabiBaeTca U3
HalIninsa XapakKTepHbIX rpy6b|x BHELWHUX 4epT,
TyronoaoBmn>xHoCtm cCcyctaBoB hu NOMyTHEHUA POrosuLbl. PocT
— OONbHbLIX — HOpMaﬂbeIVI NJ1IN HECKOJ1IbKO CHUXKEH,
UHTEJIJIeKT COOTBEeTCTBYeT BO3pPacCTy, BOSMOXHa aopTalibHasA
HeAOCTaTO4YHOCTD.

Ha nepBbIX nnaH BbICTYNAKOT XXeNTble KOCTHbIE U
rnasHbleé UameHeHus. HapylweHuna gapyrux opraHoB
OTCYTCTBYIOT UJIU YMEPEHHO BblpaXXeHbl
(oTcTaBaHue B pocTe, TYroyxoctb). pyoOble 4yepThbl
nvua, TYyronogBmXHOCTb CYCTaBOB, NOBbILWeHue B 10
pa3 CyTOYHOM 3KCKpeLunm ¢ MoO4YOou
AepmaTtaHcynbdarta.



BonbHasa c
CUHOpPOMOM
Llene




B - cMHApoM Lllene
(rpy6bie yepTbl NMMUa,
3anaslLuas nepeHocmua,
KOpPOTKas Les,
MHO)XeCTBEHHblIe
aedopMmauum CycTtaBoB, B
TOM YMcCJie CYyCTaBOB KUCTH,
crubartenbHble
KOHTPAKTYPbl JIOKTEBbIX U
KOJIEHHbIX CYCTaBOB,
yBeJINYEHHbIN XXUBOT,
rpbnKa).



e Iporepusa (rpey. progé€ros

F npexaespemMeHHo

" \ COCTapuBLUUIACS) —
NaToOsIOrM4eCKOe COCTOSAHNE,
XapakTepusyrLleecs
KOMMJIEKCOM U3MEHEHUN KOXMN,
BHYTPEHHMNX OPraHoBs,
00yCnoBMEHHbIX
npexaneBpeMeHHbIM CTapeHNEM
opraHmama. OCHOBHbIMU
dopmamu aBnaeTcsa geTckas
nporepusa (cMHApPOM [ eTYMHCOHa
(XagunHcoHa) — [ungoopaa) u
nporepus B3pocCribIX (CUMHAPOM
BepHepa).




OnucaHa B 1886 T.

penkoe reHeTnveckoe 3aboneBaHme, YCKo-
pstoLLee npoLecc ctapeHusa B 8-10 pas. [letn ymupatot B 13-15 net
NOCNe HECKOSbKUX MHGAPKTOB U MHCYSIBETOB APAXI1bIMU CTapuUKaMu.
BonesHb Bbi3blBAET MyTaHTHLIN reH LMNA, oTBe4YaloLnm 3a CUHTES
oenkoB Lamin A,B,C, HeobxoanMbIX ANS COEANHUTENBbHOW TKaHMW.
HacTtynaet TotanbHasa anoneuus, Ha Koxe Yyepena BbipakeHa BEHO3Has
CETb. HEN3BECTHbI









03 (rped. - ppida) —
>JICTBEHHbBIN 1€PMAaTO3,
KTEPU3YIOLIANCS
(Dy3HBIM HapYIIICHUEM

OBEHHUSI I10 THUITY
>pPKeparo3a, MposiBIIIETCS
OBaHHEM Ha KOXKE
€K) HallOMMHAIOIITUX
















HEMPOD®UBPOMATO3
(BOJIEBHI) PEKJ/IMHI XAY3EHA)

3BECTHO CeMb HO30J10rn4ecKux ¢popm Heripopudpoma
(H®), cpeau koropbix HD — 1 (mepudepuyeckuu
erpodpudpomaro3) 3anumMaeT Beaylnee MecTo. IT0 OHO

0oJiee 4acTO BCTPEYAIOIIMXCS MOHOTEHHBIX 3a00J1€eBaHU
HacTosiLee BpeMAa NnoapoOHO n3yyeHa ero reHeTuKa

KITMHN4YeCKasA KapTUuHa.

@ - 1 noNnHOCTLI0 pacwuncppoBaH, B HeM OOHapyX
bonee 100 MyTauuu, pacrnosiodkeHoHHa 17-#
Xpomocome.

e NoNoBUHbLI criy4yaeB 3aboneBaHUs ABNSk
pe3ynsTaToM HOBbIX MyTaLUM.

«r



* | uneprnurMmeHTUpPBaH
BBIABIIAFOTCSA C POXKICHY
PA3IMYHBIX YYaCTKaX KOA
BapbUPyA IO pasMepy U C
4acTO KO(e C MOJIOKOMa




Heupodudpomaro3s

Puc. 5. Heitpodubpomaros y naumenta ¢ e 0X p oMoy HTOMON




Y 6onbLHOro 3aTuM 3abc¢ )AAEeTCH: CJIOHOBOCTb
rneBon BepXxHeu KOHeYHOCTU, OOYCrOBMeHHasA MHOXeCTBEHHbIMU
HenpocnopoMaTO3HLIMU y3ramMMu.



* [loutn y Bcex OOJBHBIX Ha PagyKKe
OOHapPY>KUBAKOTCS HEOOJIBIINE TaMapPTOMBI
HetlipodrOpombl MOryT nmoaBeprarbCs
3JIOKAYE€CTBCHHOW TpaHC(HOpMAILMUA C Pa3BUTHEM
HEMPOPHUOPOCAPKOM .




* MyTamnus, 3a pa3BUTHE I3TOTO THUIIA,
oOHapyxeHa B xpomocome 17, B 30HE,
KOAUPYIOIIECH OCJIOK HEMpOo(pHOPOMUH,
IIOJAABJIAIOIIMN POCT ONYXOJIEH.
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AAPEHOTEHUTAABHBIN CMHAPOM
(BPAZKAEHHASA T'MITEPITAA3H S KOPBI
HAAITIOUEUHHMKOB)

* AapeHOoreHuTaAbHBIN cuHApPOM (AI'C)
OTHOCUTCA K I'PyHII€ HACAEACTBEHHBIX
HAPYIIEHUI OMOCHUHTE3a CTEPOUAHBIX
T'OPMOHOB.

* 3a0oAeBaHUE BIIEPBHIE OIIMCAHO B

\' Hauboaee yacro Bcrpeuarornyrocsa B 90%
cayuaeB popmy — Aepurur 21 —
TUAPOKCHAA3EIL.



MaJapUuKH IIEeCTH
JeT (crpaBa —

ornepekeHue
I0JIOBOIO U
U3UYECKOI0
HoBopoxaeHHas 1eBOUYKA C ¢
. pPa3sBUTHS)
JABOVCTBEHHBIM CTPOCHUEM
HAPYKHBbIX 0JIOBBIX OPTraHOB A ub.

— _— . R
o

,;__‘_‘::

JleBouka 1,5 jer ¢
BHPUJIU3ALUCH
HAPY/KHbBIX F€HUTAJIUA









IICEBAOI'NIIEPTPO®HNUECKAA
MBIIITEYHAA ANCTPOPUNA (AIOILIIEHHA)

° JTO OIHA M3 CAMBIX YacThIX (hopMm
HACJICICTBEHHbIX HEPBHO — MbIIICYHbIX
3a00J1eBaHMIA.

* BriepBble oHa Obli1a onucaHa B 1868 1.

* MpbIlIeYHbIC TUCTPOPUH XaPAKTEPU3YIOTCH
JereHEPATUBHBIMU U3MCHCHUSIMHU B IMOMEPEYHO
—10J10CATOM MYCKYJIaType 0e3 nepBUYHOMI
MaToJIOTuM nmepupepuIecKoro MOTOHEMPOHaA.

e YacTora ee coctapjaser 1:3000 — 1:5000
MAJBLUYNKOB.



A,b - Pan
nocrneaoBaTesibHbIX
ABWXEHUN npu
NMPUHATUN
BepPTUKaribHOrro
NoNnoXeHust CUMNTOM
«NnecTHUUbI»

B — BbipaxeHHbIN
NOSICHUYHbIN NOPAO03




®opma [oweHHa

MbIlWeYHaA TMNOTOHKUA MNceenorMnepTod A MEDOHONKHBIX
MBI L

Popma Nasaysu-HepeHuHa OdTaneMonnerndyeckad  AWcTansHaa dopma
dopma




Pucynokx 1. Pebenok b., 13 ner. Pucynox 2. Pebenok E., 8 ner.
- A-3: NMMA Aowenna



CmparHoe niems 1ro0eu-cmpaycos
(canaou) 6 Llenmpanvrou Appuke
omaudaem om npouux ooumameneu
3emau yousumenbHoe CB0UCMB0. Ha HO2AX
Y HUX MOAbLKO 08a nanivya, u 00a
oonvuue! Imo umenyemcs cuHOpPOMOoM
Knewru . Okazanocwv, Ymo Ha cMmynHe
CUNIbHO PA38UN NepPEblll U NAMbLU NAIbYbL,
8MIOPOU, MPemuil U Yemeepmulil HANPoOUb
omcymemeosanu (kak 6yomo 0wl ux u
806Ce He D0JIICHO Oblo Obimb!). Dma
0COOEHHOCMb 3AKPENUNLACH 8 2EHAX
njeMeHU U nepeoaemcsi no Hacieocmas).
Canaou - eenuxonentvie becyHvl, OHU
J1A3ai0N No 0epesbsM KaK 00e3bsHbl,
nepenpuleusas ¢ 00H020 depesa Ha
opyzoe.

Kcemamu, 2en, noposcoarowuii smomi
CUHOPOM, 5671emCsl OOMUHAHMHBIM, €20
00CMAamoyHO UMenmb 0OHOMY U3
pooumernei, U peOeHOK poOOUmcsi ¢
YPOOCMBOM.



N
SURERZGOICORL,




CuHpgpom AHrenbmaHa (CA) -
9TO HeUpo-reHeETUYECKOE
3aboneBaHue,
XapakTtepuayruieecs
NHTENNeKTyanbHoOn U
donanyeckon 3agep>xKou
Pa3BUTUSA, HAPYLLEHUAMU CHa,
npucTynamMmm cygopor, pe3kumm
OBMXEHUAMU (OCOBEHHO
PYKOMmeckaHus), YacTbiM
6ecnpUYNHHLIM CMEXOM UK
YIbIOKOM 1, Kak npaBuIo,
bonbHble CA nogun, BoirmsagaT
OYeHb CHaCTNUBLIMM.










; l
Like small woman, yes? SuFERZGGI.COM, gy )




10.2008

29




Cnamckue 6nmsHeubl, y poautenem-
HapkomMaHoB. HaTypa, 3acnupToBaHHbIe.




ACIV Yy PpoOoguniclicm VOJIbRbIA
HacneacTBeHHbIMU 3aboneBaHnamMmu. Konus,
BOCK.

25.10.2008



FEe0OEeHOK, poaAuBLLULUANCA B pe3yribTaTe
nHuecTta(KpoBOCMeLUeHUsA POoACTBEHHUKOB).
HaTtypa, 3acnupTtoBaH.

|

25. 10l 2008




PebeHoK, poanBlInnNCA
B CeMbe YepHoObInbUeB. HaTtypa, mymus.

25.10.2008



UenoBekK-UUKINon, U XXeHLMHA-CIOH.
XXunun B 19 Beke. Konusi, BOCK.

25.10.2008



0 CormacHO MHOTOYMCICHHBIM MCCIIEIOBAaHUSIM Pa3HbBIX
HACJICJICTBEHHBIX OOJIe3HEH 1M IeHOMa 4YeJIOBEKa B IICJIOM,
MO>XHO TOBOPUTH O MHOTOOOpa3uy BUJOB MyTallMil OJHOM U
TOM K€ T€HEy KOTOPHIE SABJISIOTCA NPUUYNHOU
HACJICICTBEHHBIX OoJie3Hel. Jlake oJHa M Ta K€ IeHHas
00JIE3Hb MOXKET OBITh OOYCJIOBJIEHA PA3HBIMU MYTaIUSIMU.
Hampumep, B reHe MyKoBHCIII03a omnrcano cBeine 200
BBI3BIBAIOIINUX OO0JIE€3Hb MYyTallUi.




0 Eciu npuHAThy YTO y YEJOBEKA IPUMEPHO
100 000 rcHOB M KaXAbli T€H MOXET MYTHPOBaTh H
KOHTPOJIUPOBATh CHUHTE3 O€IKa C JAPYTMM CTPOCHUEMy TO,
Ka3ajaoCch Obly, JOJKHO OBITH HE  MEHBIIEE  YHCIIO
HACJIEJICTBEHHBIX Oo0Jie3HeM. bonee Toro, Mo COBpPEMEHHBIM
JAHHBIM, B KaXXJIOM I'€HE MOXKET BO3HHMKAaTh JI0 HECKOJBbKHX
COTCH BapHaHTOB MyTamui (pa3Hble TUIIBI B Pa3dUUHBIX
yJacTKaX I'eHa)s.




Buieoo

0 Bcs ucropust pa3BUTHS YEIOBEKA €CTh HEMPEPHIBHAS 1I€Mb MyTallli
B HEM. MyTalluy MPOUCXOJST MOCTOSHHO KaK OTPUIIATEIbHBIC, TaK U
MOJI0KUTEIbHbIC. [[0N0KUTENbHBIE MYTAIIUHA TTO3BOJISIOT
IPUCIIOCA0INBATHCA K HOBBIM YCIIOBHUSIM OKPY’KAIOIICH Cpelibl U
MHpa U BEAYT K JaJbHEUIITUM MyTaluusiM. OTpUIIATECIbHBIE K€ BUJIbI
MYTAallUKA HE TOAACPKUBAIOTCA OKPYKAIOIIEH CPEION U YEJTOBEKOM U
HE MOT'YT HOCHUTb JaJbHEHUINEro pa3BUTHsA. OQHAKO HAJIO0 YYUTHIBATh
BEPOSITHOCTh TOI'0y YTO OTPHIIATEIIBHBIC paHEE MYTaIlUd MOTYT
IIOBTOPUTHCS C YEJTOBEKOM BHOBb M MPH HOBBIX OOCTOSITEIHCTBAX
OKpY KaroIIel Cpeaibl U YEI0BEKa MOTYT IIPUHOCUTh HOBBIC
pe3yJbTaThl MyTalMii. KakuMu OHM OyayT MOKAKET OyayIlces
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